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Objectives: Dilated cardiomyopathy (DCM) is the most common form of primary
myocardial disorder, which is the third most common cause of heart failure and the most
frequent reason for heart transplantation. Increasing evidence demonstrates that genetic
risk factors are involved in the pathogenesis of DCM. However, DCM is genetically
heterogeneous and the genetic defects underlying DCM inmost patients remain unclear.
Methods: The coding regions and splice junction sites of the NKX2-5 gene, which
encodes a homeodomain transcription factor crucial for cardiac development and
structural remodeling, were sequenced in 150 unrelated patients with idiopathic DCM,
Results: two novel heterozygous NKX2-5 mutations, p.A148V and p.K192R, were
identiﬁed in two unrelated patients, respectively. Genetic analysis of the pedigrees
showed that in each family the mutation co-segregated with DCM transmitted in an
autosomal dominant pattern, with complete penetrance. The missense mutations were
absent in 400 control chromosomes and the altered amino acids were completely
conserved evolutionarily among various species. Functional analysis by using a
luciferase reporter assay system revealed that the NKX2-5 mutants were both asso-
ciated with signiﬁcantly decreased transcriptional activity and reduced the synergistic
activation between NKX2-5 and GATA4.
Conclusions: This study expands the mutational spectrum of NKX2-5 linked to DCM
and provides novel insight into the molecular mechanism of DCM, suggesting the
potential implications for the early prophylaxis and allele-speciﬁc treatment of DCM.
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Objectives: BisphenolA (BPA) is a widespread industrial chemical used in the synthesis
of polycarbonate plastics and epoxy resins. Recent epidemiological investigations have
disclosed the associations between BPA exposure and some heart diseases. Evidence
fromexperimental animal studies suggests thatBPAcanact as an estrogenizing endocrine
disruptor and impact cardiac calcium homeostasis. The present study aimed to determine
serumBPA concentrations in patients with dilated cardiomyopathy (DCM) as well as the
association between BPA and hormonal parameters compared to a control group.
Methods: 88 DCM patients and 88 age- and gender-matched healthy controls were
included from the second afﬁliated hospital of Nanchang University. Serum BPA levels
and some hormonal parameters, including total testosterone (T), sex hormone-binding
globulin (SHBG), estradiol (E2), Estrogen Receptor Alpha (ERa), and Estrogen Re-
ceptor Beta (ERb), were measured using corresponding ELISA Kits accordingly. Data
analysis was performed using the statistical package SPSS version 18.0 (SPSS, Inc.).
Results: BPA levels were signiﬁcantly higher in the total DCM group compared with
the controls (6.92.7ng/mlvs.3.81.9ng/ml, P<0.001). Signiﬁcant difference was
also observed in SHBG and free androgen index (FAI) between DCM patients and
controls, 76.930.9nM/Lvs. 41.015.6nM/L and 2.93.5 vs.5.32.6, P<0.001,
respectively. There were similar tendency in the male and female subgroup. Mean
T level was lower in DCM group than in control group, 540.8186.0pg/ml vs.
656.3112.9pg/ml, P<0.001. Linear regression analysis has shown that increasing
serum BPA levels were statistically signiﬁcantly associated with increased SHBG
levels. However, no statistic difference was noted for E2, ERa and ERb.
Conclusions: Our ﬁndings ﬁrstly demonstrated that BPA exposure (evident in serum
BPA levels) increased in DCM patients compared with healthy controls, while FAI
and T levels decreased. Among all hormonal parameters, only SHBG presented a
positive association with BPA.
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Objectives: Takotsubo cardiomyopathy (TTC), as a disease leading to sudden cardiac
death, closely related to physical and mental stress, attracts more and more interests in
all around world. Few studies clearly classiﬁed the details of risk factors, gender, race
and morbidity in the youth, the group meets kinds of stress in the metropolis. To better
characterize the clinical and demographic characteristics of patients with TTC in this
cohort, a systematic review of TTC in young patients in an attempt were conducted.
Methods: Data Sources: A computer-assisted search was performed using the
CBMDISC,PUBMED,EMBASE,SCI and Cochrane Library databases, until December
2013; Data Selection: The selected data met 4 characteristics: ( 1) reporting of original
data, reports containing individual patient information were included; (2) age40 years
old; (3) all patients had transient akinesis or dyskinesis of the LV apex and wall-motion
abnormalities involving the midventricular and basal ballooning, with a pattern of
regional wall-motion abnormalities extending beyond the distribution of a single
epicardial coronary artery, as diagnosed by echocardiography or left ventriculography;
(4) all patients underwent coronary angiography, which revealed no obstructive coro-
nary disease (normal coronary arteries or luminal stenosis<50%) and no acute plaque
rupture. Eventually 96 records including 104 cases were selected as the research objects;C198 JACC Vol 64/16/Suppl C j October 16–1Data Extraction and Synthesis: Publications with titles or abstracts suspected to meet the
eligibility criteria for this systematic review were selected for detailed review. In addi-
tion, we analyzed reference lists of original and review articles using amanual approach.
Whenmultiple publications describing the same case series were published, we used the
latest publication and supplemented, if necessary, with data from earlier publications.
For each study selected, two reviewer extracted data independently on demographic
characteristics, risk stress factors, clinical presentation, complications and prognosis.
Disagreements were resolved by consensus or by a third, independent reviewer. Stata 7.0
(StataCorp, College Station, TX) was used to perform all statistical evaluations.
Results: Several intriguing Results were indicated: Firstly, physical stress was more
likely than mental stress irritating TTC in young patients. Secondly, the female were
predominantly more than the male, either in the young or in the general. Thirdly,
different origin of human being may not affect the attack of the disease that different
races didn’t expose signiﬁcant difference in clinical characteristics, morbidity and
stress factors. Fourthly, TTC did not show typical clinical symptoms that from clinical
characteristics alone were not enough for diagnosis, echocardiography and/or ven-
triculography are important detecting Methods.
Conclusions: In a word, young patients who present with symptom alike to acute
cardiomyopathy should alert the clinicians to consider TTC, preventing from poten-
tially harmful treatment with thrombolytic drugs, coronary artery stents, bypass
operation, long-time using antiplatelet or lipid-modifying drugs. In particular, ques-
tions about clinical diagnostic criteria, etiology, pathophysiology, and management of
this syndrome remain obscure and further researches are needed to clarify these issues.
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Objectives: To investigate the value of adenosine triphosphate ( ATP ) stress
99mTc-methoxyisobutylisonitrile (99mTc-MIBI ) gated myocardial perfusion imaging
(G-MPI) ) for evaluating Hypertrophic cardiomyopathy (HCM) .
Methods: 55 patients with hypertrophic cardiomyopathy,All patients underwent ATP
stress 99mTc-MIBI G-MPI and Ultrasonic cardiogram. Compared with Ultrasonic
cardiogram,we calculated the sensitivity and accuracy of ATP stress G-MPI in
diagnosing Hypertrophic cardiomyopathy.
Results: 55 cases of hypertrophic cardiomyopathy patients underwent Ultrasonic
cardiogram and ATP stress 99mTc-MIBI G-MPI. The result of the Ultrasonic cardio-
gram group is asymmetrie septal hypertrophy 27 people (49%), apical Hypertrophy 6
people (10.9%) ,Hybrid hypertrophy 11 people (20%), Negative for 11 people (20%),
44 total positive Results (80%), the result of the ATP stress 99mTc-MIBI G-MPI is
asymmetrie septal hypertrophy 27 people apart (49%), apical Hypertrophy 12 people
(21.8%), Hybrid hypertrophy 14 people (25.4%), Negative for 2 people (3.6%), 53 total
positive Results (96.4%), Ultrasonic as gold standard, The sensitivity of the ATP stress
99mTc-MIBI G-MPI in the diagnosis of HCM is 95.4%, The accuracy of 76.3%, Two
Methods in the diagnosis of hypertrophic interval and hybrid hypertrophic cardiomy-
opathy there is no signiﬁcant differences, But the detection rate of apical Hypertrophy,
ATP stress 99mTc-MIBI G-MPI signiﬁcantly higher in Ultrasonic cardiogram
(P<0.05) .there are A total of 33 cases detected merger myocardial ischemia, Mild
ischemia 16 people (48.5%), Moderate ischemia 14 people (42.4%), Severe ischemia 3
people (9.1%) .354 left ventricular myocardial segments showed decreased radionu-
clide distribution.include:inferoposterior113 (31.6%), antetheca 91 (25.7%), lateral
wall72 (20%), interventricular septum46 (13%) ,apex cordis 33 (9.7%).
Conclusions: ATPstress 99mTc-MIBIG-MPI has signiﬁcant clinical value for diagnosing
and somatotyping HCM.it can accurately assessment of myocardial ischemia in HCM.
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Objectives: We report novel missense mutations detected with targeted exome
sequencing in a Chinese family of obstructive hypertrophic cardiomyopathy compli-
cated with J-wave syndrome.
Methods: Case history, clinical examination, routine 12 leads electrocardiogram and
color Doppler ultrasound were performed in the proband and his family members.
DNA was extracted from leukocytes of the proband and received targeted exome
sequencing. The mutations were tested in family members with direct sequencing.
Results: The proband was a 51-year old male, who was characterized with severe
myocardial hypertrophy, left ventricular dilation and dysfunction, atrioventricular block
(AVB) and J-wave syndrome (sustained J wave and ST elevation in leads V4-V6). He
suffered from sustained ventricular tachycardia and eventually received CRTD im-
plantation. Targeted exome sequencing of the proband revealed mutations of
c.700G>A/p.E234K in the DES gene, c.2966G>A/ p.R989H in the MYPN gene and
c.5918G>C/ p.R1973P in the CACNA1C gene. All three mutations were detected in the
proband’s 29-year old daughter, who also exhibited myocardial hypertrophy.
Conclusions: This study revealed the genetic defects underlying the rare phenotypes
of the proband. It also conﬁrmed the value of targeted exome sequencing to precisely
and rapidly determine genetic defects.9, 2014 j GW-ICC Abstracts/Cardiovascular Disease Clinical Research
